AHann3 perMoHanbHbIX 4aCcTOT
HacNeACTBEHHbIX 00sie3Hel 0OMeHa, BbiIBISEMbIX
Mo HeoHaTaJibHOMY CKPpUHUHTY B Pecnyonuke bypaTtus
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MpencTaBneH aHanus paboTbl MEANKO-TFEHETUYECKON CYXObl BypaTum No MaccoBOMYy CKPUMHUHIY HOBOPOXAEHHLIX. MpoBeeHO
CpaBHEHME 4acTOT QEHWIIKETOHYPUU, BPOXAEHHOMO MMNOTUPE03a, aAPEHOrEHNTAIbHOr0 CUHAPOMA, MyKOBMCLIMA03a, raflakTO3eMmm
3a nepuop, 2005— 2016 rr. ¢ AaHHLIMU NO APYrMM POCCUIACKAM pernoHam. MonyyYeHHble YacToThl HACNEACTBEHHBIX 6one3Hel obme-
Ha, TECTUPYEMbIX MO HEOHATANIbBHOMY CKPUHWHIY Anst BypsiTuiu, yKnaZblBaloTCa B AManasoH BENYMH, ONMCAHHbIX 1S Pa3fINYHbIX pe-
rMOHOB CTPaHbl. [lJaHHas MHbopMaLmMs SBISETCS akTyaslbHOM U MOXET ObITb MOJIOXEHA B OCHOBY pa3paboTku nporpamMm npodunakTm-
4EeCKOI HanpaBEeHHOCTMN NS YNYULIEHUS OKa3aHWst MeaMKO-reHeTMHEeCKOo nomMoLLmn HaceneHuto Pecnybnuku bBypatus. MepcnekTn-
BaMW Pas3BUTUS SOKINHUYECKON AMarHOCTMKM GonesHet 06MeHa SBNSETCS YBENMYEHWNE CNEKTPA TECTUPYEMBIX MO CKPUHMHIY 3a60-
NeBaHWUiA C NCMONb30BaHMEM TaHAEMHO MacC-CNEKTPOMETPUN.

KnioyeBsble C0Ba: HEOHATasbHbIA CKPUHUHE, YacTOTa HACNEACTBEHHbIX 3a001eBaHNi, GEHUNKETOHYPUS, BPOXAEHHbINA r1NoTu-
peos, afpeHoreHnTanbHbIi CUHAPOM, MYKOBUCLMAO3, ranakTo3eMus.

ABTOPbI CO0O6LWAIOT 06 OTCYTCTBMM KOHMMKTA MHTEPECOB.

Analysis of regional frequencies of hereditary metabolic diseases,
detected by neonatal screening in the Republic of Buryatia

Eremina E.R."?

! Buryat State University, Ulan-Ude
2 Republican Perinatal Centre, Ulan-Ude, ereelrob@rambler.ru

The article reviews the analysis of work of medical and genetic service in Buryatia on mass newborn screening. Over a period from
2005 to 2016 there was carried out the comparison of hereditary enzimopatiya frequencies (fenilketonuriya, congenital hypothyroidism,
adrenogenital syndrome, cystous fibrosis, galactosemia) revealed as a result of mass neonatal screening in the Republic of Buryatia with
data on other Russian regions. The received frequencies of the hereditary metabolic diseases tested on neonatal screening for Buryatia
keep within the range of the sizes described for various regions of the country. This information can be taken as a basis for preventive
programs of the medical and genetic help to the population of the Republic of Buryatia Prospects for the development of preclinical diag-
nosis of metabolic diseases is an increase in the range of screened diseases using tandem mass spectrometry.

Keywords: mass screening of newborns, rate ofdiseases, phenylketonuria, congenital thyroid gormon deficiency, adrenogenital

syndrome, galactosemia, cystic fibrosis.

B npakTuke MeIMKO-TeHETUYECKUX KOHCYJIbTalluid HEO-
HaTaJbHbI CKPUHUHI TIpeACTaBisieT coboil creuuduue-
CKMI TTOAXOM K IMarHOCTHUKE, XapaKTepU3yIOIIUics podu-
JIAKTUYECKOM HarpaBJIeHHOCTbIO, MaCCOBOCThIO, 6€30TOOP-
HOCTbIO U MCIOJb30BAaHMEM HEOOJILIIOr0 KosnyecTBa Ouo-
JIOTUYECKOTO MaTepuaia s ynoocTBa XpaHEHUSI U TpaHC-
noptupoBku. IlpoBeneHue MaccoBOro oOCIeIOBaHUS IIO-
3BOJISIET Ha JOKJIMHUYECKOM 3Tare (hOpMUPOBATH I'PYIIbI
JIETeil C BLICOKMM PUCKOM pa3BUTUSI HACAEICTBEHHBIX 3200~
JIEBAaHWI, COKPATUTh CPOKM TTOCTAHOBKM JMAarHo3a v Mmepuo
[0 Hayaya JIeYeHUsI, TeM CaMbIM MPEJOTBPATUTh PA3BUTHE
TSIKEJTbIX OCJIOXKHEHW 1 JIETAIbHOCTb OT 3TUX NMATOJIOTUIA, a
TakXe OIMpe/eIUTh JJAHHBIE O YaCTOTE CKPUHUPYEMbIX HO30-
JIOTWiA B pEeTMOHE JJIsi OpraHMu3alMy U TJIaHUPOBAHUSI TIPO-
(bunakTMUECKUX MEPONPUSTHUIA.

HeoHaTanbHbIil cKpyHUHT Ha heHMIKeToHypHio (PKY)
Hayal TIPOBOAUTBHCA B TOPOACKMX POAWIBHBIX JTOMax
r.Yaan-Yup ¢ 1993 roma ¢ mocieayommM pacipocTpaHeH -
€M Ha ceJibCcKHe paiioHbl. OXBaT CKPMHUHTOM HOBOPOXKICH-
HbIX B Pecniyonuke k 1997 roay poctur 95%, a B mociieayo-
1K€ TOAbl BO3POC U MOMICPXKMBAcTCsS Ha ypoBHe 99%.
Cpennsit  yactora @®KY B  bypatuum 3a  mepuon
2005—2016 rr. cocraBmia 1:14372 (tabmuiia), 4Tto HIKE
aHAJIOTMYHBIX TIOKa3aTelieil Mo psmy pernoHoB Poccuu u
Cubupckomy denepanbHomy okpyry (CDO) [2]. YacTora
OKY Bappupyer ot 1:4591 B CaxajiMHCKOW 006JacTé IO
1:13278 B EBpeiickoii ABTOHOMHOI obsnactu [1], a cpennuit
rmokasarejib Mo cTpaHe coctapisier 1:7142 [2] (tabauia).
Heobxonumo otMeTuth, uto Beex ciydasix @KV BoisiBiaeHa
B PYCCKMX CEMbsIX, Y OypsIT 9TO 3ab0ieBaHUE HE OOHapYyXe-
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OPUTMHAJIbHbIE UCCNEOOBAHUA

HO 3a BeCb MEPUOJ MacCOBOTO 00C/IeI0BaHNsI HOBOPOXKIEH-
HbIX ¢ 1993 roga. detu, crpagawoiiue OKY, nonyyaror gue-
TOTEpaINIio oI KOHTpoJieM Bpada-reHeTnka MI'K.

B 1997 rony B BypsiTun B HayaT MacCOBbIil HEOHATAIbHbIIN
CKPUHMHT Ha BpOXIeHHbI runotupeos (BI). Oxsar ckpu-
HuHrom Ha BI' B 1998— 1999 rr. cocrasnsin 80— 95% B cBsizu
C HepeTryIsIpHBIMU TOCTaBKaMM TecT-cucteM, a ¢ 2001 roma
CcTabWIBHO coxpaHsieTcst Ha ypoBHe 99%. Cpennss yacrora BI
B Byparuu B 2005— 2016 rr. coctaBnser 1:3740 (tabmuua),
yTo OJM3KO K MOKazaTelssM B YIMypTckoil PecryOonvke u
XaHTbI- MaHCHIICKOM aBTOHOMHOM OKpyre TroMeHCKoI 001a-
CTH, TJe AaHHBII MoKa3atesb coctaBui 1:3532 u 1:3680 coor-
BeTcTBeHHO |3, 4]. B T ke Bpems uactora BI' Ha Teppuropuu
crpanbl Koseonercs ot 1:2100 B CBepaioBckoii obaactu [5] mo
1:4116 B KpacHomapckoM Kpae [6], a B cpeaHeM B Poccuu co-
crapisieT 1:2941 [2] (Tabnuia). [eTu, BbISIBIEHHbIE IO CKPU-
HUHIY ¢ nuardHosoM BIT, mepenmaiotcsi Ha AMCHaHCepHOE Ha-
OMofaeHre SHIAOKPUHOJIOTY.

C 2006 roga MaccoBoe 00c/IeIOBaHKE HOBOPOXKIEHHBIX Ha
HacJeICTBeHHbIE 3a0osieBaHusI B Bypsitun ObUTO paciimpeHo
3a CUeT BKJIIOUEHMSI B MepeyeHb CKPUHUPYEMbIX HO30JIOTHIA
aIpeHOTeHNUTATLHOTO CMHAPOMa, MYKOBHCIIMIO3a M TaJlaKTO-
3eMUU TI0 TIPUOPUTETHOMY HAIIMOHATBHOMY TIPOEKTY «3I0pO-
Bbe». 3a MepuojI POBEIECHNS CKPUHIHTA Ha alpeHOTeHUTATb-
Hblit cunapoM (AI'C) B Pecniyonuke obcnenosaHo 171 492 Ho-
BOPOXKIEHHBIX M YacTOTa 3TOM IMaTojoruu coctaBuiaa 1:11432
(Tabnuiia), 4To O6JIM3KO K aHAJIOTMYHBIM TToKasatessiM B Kpac-
HomapckoM Kpae (1:1:10070) [6] m MBaHOBCKO#M o06GacTH
(1:11934) [7]. OnHoBpemeHHO ¢ 3TuM, AI'C yaiie Bctpeyaercst
B Psiie POCCUIMCKUX PErMOHOB — XaHThI-MaHCUIICKOM aBTO-
HOMHOM oKpyre TromeHckoii obmactu (1:6308) [4], Yomypr-
ckoii Pecnyonuke (1:7927) [8], CsepmioBckoii o06iactu
(1:1:8300) [5], Pecniyonuke bamkoproctan (1:8974) [9]. Yac-
TOTa KJIACCUYECKOM (hOpMBI BPOXKIACHHOI TUCHYHKIIMU KOPbI
HaanouyedHkoB B CDO cocrasisger 1:9681, B Poccun —
1:8233 [2] (tabmuia). Jdetn, nuarHo3 AI'C KOTopbiM ObLT 1MO-
CTaBJIeH B pe3y/ibTaTe HEOHATAILHOTO CKPUHUHIA, MOJTyYaloT
JiedeHue y SHIOKPUHOJIOrA.

Huarnoctuka mykoBucuuaoza (MB) B MI'K Bypsitun
MPOBOAMUTCS TIO CXeMe: WMMYHOPEAKTUBHBIA TPUIICUH
(MPT) nByKpaTHO M TOTOBas Mpoba y MJIAJACHIIEB C MPEBbI-
lIeHueM IoporoBbix INokaszateneiit MPT. CkpuHupoBaHue
Ha MB B 2006— 2016 rr. 651710 ocyiiectBieHo 157 702 Ho-

BOPOXIEHHBIM U YacToTa 3a00JieBaHUSI B TAHHOM KOHTHH-
reHre cocraBuia 1:26284 (tabauia). B apyrux poccmiickux
pernoHax BcTpeyaeMocTh MB Boilie. Tak, B pa3nundHbIe To-
ol B T.MockBe yactora 3a0ojieBaHMSI BapbUpoOBaja OT
1:6432 mo 1:13863 [10], B CBepajoBCKOit 00JaCTH JaHHbBII
nokazaresnb coctaBua 1:8300 [5], B Yamyptuu — 1:10190
[8], B KpacHomapckom kpae — 1:11130 [6], XaHTbI-MaH-
CUIICKOM aBTOHOMHOM OKpyre TroMeHCKOi o6jactu
1:13263 [4]. Cpennusist uactota MB B CDO — 1:7642, B Poc-
cun — 1:9552 [2] (tabnuua). HeBbicokasi BCTpeyaeMOCTb
MB B Bypsitun MoxeT OBITh CBsI3aHA C HEOTHOPOMHBIM 3T-
HUYECKMM COCTaBOM HaceJieHMsI, TpoxuBaroliero B Pec-
nyoJiMKe, MOCKOJIbKY Ha TeppuTopuu Poccuu B OTAEIbHBIX
(benepanbHBIX OKpYrax U HEKOTOPBIX PETMOHAX OTMEYaeTCst
0oJiee HM3Kasi YacTOTa MO CPAaBHEHMIO CO CPETHUMM BEJIU-
yuHaMu 1o ctpaue [10, 11].

CkpunuHr Ha ranakrosemuto (IAJI) BkioueH B demne-
paJIbHYI0 TIPOTPaMMy MacCOBOTO IMPOCEUBAHUS HOBOPOXK-
NEHHBIX, OMHAKO BEMYTCS AMCKYCCUU O 1IeIeCO00Pa3HOCTH
€ro OCYILIECTBJEHUSI, MOCKOJbKY O€3/aKTO3Has IUeTa He
BCeraa MpeaoTBpallaeT pa3BUTHE MO3AHUX OCIOKHEHU I 060-
JIe3HM, HECMOTPSI Ha HAAEXHBIII METOA AMAarHOCTUKM [12,
13]. B Bypsatuu Ha T'AJT 3a 2006— 2016 rr. 06CcaeI0BaHO
152 378 HOBOpPOXIEHHBIX, YaCTOTa KJIACCUYECKOW (POPMBI
910l maroyioruu coctaBuia 1: 38095 (tabauua). 3aperucr-
pUpPOBaH WIMPOKWI OMANa3oH BCTPEYAEMOCTH KJlacCHye-
ckoii (opmbl 3aboieBaHus Mo permoHamMm — oT 1:35803
B BaHoBCKOiI1 ob6actu [7] mo 1:87000 B CBepmioBcKOit 00-
nactu [5]. B Poccuiickoit @enepanmu yacrora 'AJl 3aperu-
cTpupoBaHa Ha ypoBHe 1:26918 HOBOPOXIEHHBIX, HA TEPPH-
topun COO — 1:66180 [2].

INonTBep:kaatoiasi TMArHOCTUKA 3a00JICBaHMI Y HOBOPOXK-
JIEHHBIX, BBISIBICHHBIX MO CKPUHMHTY, MPOBOIUTCS B PECITyO-
JIKaHCcKuX yupexneHusix bypsrtuu (MB, BI), denepaibHbIx
LieHTpax no MeauiuHckoi reHetuke (OKY, TAJT), denepanb-
HOM DHIOKPUHOJIOTMYeCKOM HaydyHoM 1ieHTpe (AI'C).

[IpuBeneHHbIE JaHHBIE O 3HAUMTEIBHOM AMANa30He Mo-
MyJISIUMOHHBIX 4YacTOT 0oJie3Heid, JMarHOCTUPYEMBIX I10
HEOHATaJTbHOMY CKPUHUHTY, CBUIETEILCTBYIOT O Pa3HO00-
pasuy 3THX TOKa3aTesleil B pa3IMYHbIX PErMOHaX CTPaHBI.
HeobxonuMo OTMETUTb, UTO MEPCIEKTUBAMM PA3BUTHS 10-
KJIMHUYECKOW AUArHOCTUKU HACIENCTBEHHbBIX 00JIe3Hel 00-
MeHa Kak B Poccuu, Tak u B crpanax EBpornsbl [2, 14] sBisi-

Tabmmua

YactoTa HacneacTBeHHbIX 60e3Hel 0OMeHa BELECTB Y HOBOPOXXAEHHbIX MO AaHHbIM HEOHATa/IbHOr0 CKPUHUHIa
B Pecny6nuke bBypatus, 2005—2016 rr., Cuéupckom depepanbHom okpyre u Poccuiickon Pepepaummn

3aboneBaHune Pecnybnuka Bypsatusa Cunbupckuii pepepanbHbiii okpyr * | Poccuiickas denepaums *
®deHnnkeToHypusa 1:14372 1:6613 1:7142
BpoxAaeHHbI runotnpeos 1:3740 1:4485 1:2941
ADpeHoreHnTanbHbI CUHAPOM 1:11432 1:9681 1:8233
[anakTo3zemus 1:38095 1:66180 1:26918
MykoBucumnaos 1:26284 1:7642 1:9552

depepaumn npmueeneHsl no [2].

MprMeyaHne. * — 4acToTbl CKPUHMPYEMBIX 3a60S1IeBaHNN Y HOBOPOXAEHHbIX B Cnbupckom denepansHoM okpyre n Poccuiickom
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€TCsl yBeJMUEHUEe CTEeKTpa TeCTUPYEMbIX MO CKPUHUHTY 3a-
0oJIeBaHMI C aKIIEHTOM Ha OpPraHUYeCKUX aluaypusiX, Je-
(exrax 6eTa-OKUCIEHUS XKUPHBIX KUCJIOT U APYTUX 3a00J1e-
BaHUsIX, TMarHOCTMKA KOTOPBIX 3aTPYJAHUTEIbHA B HACTOSI-
1ee Bpems.
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